Unknown syndrome: pachygyria, joint contractures, and facial abnormalities SUMMARY A male infant, the offspring of a fatherdaughter mating, is described. He had a lethal condition consisting of brachycephaly, large fontanelles, a flat face, a small nose with thin nares, hypertelorism, small ears with cystic pinnae, camptodactyly, talipes equinovarus, and hypoplastic lungs and kidneys. The brain was very short in the anterior-posterior diameter with simplified broad convolutions (a form of pachygyria).
. These changes were particularly marked in the skull, pelvis, and long bones. Enzymology on cultured fibroblasts from a skin biopsy was normal and in particular excluded I cell disease and GM1 gangliosidosis.
Necropsy findings
Macroscopic examination showed hypoplastic lungs. The lungs weighed half their joint expected weight of 50 g. The liver and spleen were one and a half times their expected weight, weighing 15-4 g and 11 g respectively. The adrenal glands were hyperplastic; the right and left adrenals weighed 5-8 g and 6-3 g respectively, which is almost twice their expected weight. The brain was of normal size weighing 310 g. The contours of the brain were distorted by the shape of the skull but fissures and sulci appeared normal. There were no other abnormal findings on macroscopic examination.
Discussion
In spite of a detailed search of published reports we were unable to find any cases such as the one we have described.
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